A CASE OF AMAUROTIC FAMILY IDIOCY * 

By Hugh T. Patrick, M.D., Chicago. 

In 1896, 1 Dr. B. Sachs proposed the name “amaurotic 
family idiocy” for a peculiar disease previously described un¬ 
der various titles, principally by oculists, the first case having 
been recorded by Warren Tay in 1881. 2 In 1887, 3 Sachs him¬ 
self reported the first case with autopsy and a little later King- 
don 4 reported a case, also with autopsy, and first called at-^ 
tention to the similarity of the cases reported by the ophthal¬ 
mologists and those described by Sachs, the latter having re¬ 
corded another case in 1892. 5 1 

One of the best pathological reports is that of Hirsch, 0 who 
made a careful histological investigation of all the principal 
parts of the nervous system. To this report was added an un¬ 
usually competent microscopic examination of the eyes by 
Doctor Holden. 7 Hirsch was able to collect twenty-six cases, 
and at the same meeting of the American Neurological Asso¬ 
ciation to which he reported his case Frederick Peterson 8 
added one more, also with autopsy .and careful microscopic 
examination. 

So far as I have been able to ascertain no important ad¬ 
ditions have been made to the clinical picture of the disease 
since the article by Sachs in 1896. The principal features are 
briefly as follows: Semitic, generally eastern Hebrew, parent¬ 
age with no evidence of inherited syphilis or other diathesis; 
nearly always more than one child in the same family attacked 
by the disease; normal birth at full term and normal develop¬ 
ment for a few months, followed by rather rapid physical and 
mental failure, together with loss of vision and peculiar fundus 
(jhanges, the child dying of marasmus at about the age of two 


*Read before the Chicago Neurological Society, Dec. 4, 1899. 
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2 Transactions of Ophthalmological Society of United Kingdom. 
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years. There may or may not be nystagmus, strabismus, 
rigidity or contractures and the reflexes may be diminished or 
exaggerated. In a large proportion of the patients abnormal 
sensitiveness to noise is present, or at least an exaggerated re¬ 
action to auditory impressions. The fundus appearance is 
pathognomonic of this disease and is present in all cases, for 
which reason I have induced Dr. Beard to make some of his 
beautiful paintings of the fundus in my own and Dr. Kuh’s 
cases. My case is briefly as follows: 

H. M., male, was first seen March 2, 1899, at which time he 
was fifteen months old. He was the first child, there having 
been no previous miscarriages, was born at full term to young 
and healthy parents who are not Jews and are not blood rela¬ 
tives. The labor was normal, lasted twelve hours, was not 
difficult, and the child was not asphyxiated at birth. So far 
as can be learned from the parents he developed in a perfectly 
normal way until the age of nine months, never had convul¬ 
sions or illness of any kind, and was nursed by the mother for 
nearly a year. At nine months the child was able to sit alone, 
but from this time gradually failed in strength until when seen 
by me, six months after the onset, he could hold neither 
the trunk nor head erect and was unable to creep. The ap¬ 
pearance and nutrition were very fair, the head was of normal 
size and well formed, there were no signs of rickets, syphilis 
or tuberculosis, but in addition to the general failure of 
strength there were general spasticity, excess of associated 
movement and a distinct athetoid character in voluntary move¬ 
ments, such as are often seen in moderately severe cerebral 
diplegias. Evidently the chdd was also deficient mentally, as 
he was apathetic, although somewhat restless, and understood 
practically nothing, but could occasionally be made to smile 
in a silly way. Indeed, the mother volunteered the information 
that he was not as bright as formerly. The deep reflexes were 
exaggerated and upon any exertion or marked sensory im¬ 
pression there was a very noticeable tendency of the extrem¬ 
ities to stiffen. As is at once seen from the foregoing, the 
case looked not unlike one of bilateral infantile cerebral 
paralysis with imbecility or idiocy, but in addition to the his¬ 
tory of normal birth, of normal development until the age of 
nine months, and of gradual inception and slow progression of 
the disease, the presence of amblyopia, also of gradual pro¬ 
duction, and the extreme susceptibility of the child to noises, 
caused me to make a diagnosis of amaurotic family idiocy 
which was fully sustained by immediate ophthalmoscopic ex- 
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animation. There was still some vision, as the child noticed 
a candle flame and, two or three times, apparently saw move¬ 
ments of the hands between the eyes and a good light. The 
pupils were equal and reacted to -light. Occasionally there 
were transitory lateral nystagmoid movements of the eyes, and 
quite frequently a slower rolling about of the eyeballs, most 
frequently upward. The abnormal susceptibility of the child to 
noise deserves special mention, as it was well marked and, as 
before noted, is frequent in this disease. It has been recorded 
as hyperacusis without, so far as I can ascertain, any evidence 
that the sense of hearing was abnormally acute. The con¬ 
dition is rather that of undue reaction to sound, or exag¬ 
geration of the general auditory reflex, and it is worthy of 
note that these children as a rule also react excessively to or¬ 
dinary sensory stimuli. In my case a gentle slap caused a 
great start which at once passed into a tonic contraction of the 
entire body, particularly manifest in the extremities. A light 
tap on the patellar tendon for the purpose of eliciting the knee- 
jerk had the same effect. As before mentioned, these excessive 
reactions are not unusual in cerebral diplegias, but ip my pa¬ 
tient the slamming of a door would cause a generalized rigid¬ 
ity so excessive as to almost merit the name of spasm. From 
this time until death at the age of one year and ten months 
the disease ran a typical course. Within a few weeks of the 
time of my first examination the amblyopia had progressed to 
amaurosis with loss of pupillary reflex to light, and the atro¬ 
phic changes in the optic disc continued to increase. The 
child lost flesh, and finally became completely paralyzed. The 
unnatural reaction to noises and sensory impressions con¬ 
tinued to the end. For two weeks before death the child 
vomited at intervals, and during the last few days, judging 
from statements of the mother and attending physician, pre¬ 
sented a picture resembling that of acute meningitis. That is, 
there were high temperature, violent action of the heart, ex¬ 
treme hyperesthesia to noise and touch, extreme retraction of 
the head and strabismus. There was no rigor mortis. 

For some unascertained reason the family physician dis¬ 
couraged the making of a post-mortem examination, and I 
was not informed of the child’s death until nearly two months 
later. 

The only striking peculiarity of my case was the absence of 
Semitic parentage. 



